SUMMARY High resolution banding analysis showed a de novo interstitial deletion, 46,XX, del(2) (q32. 1q34), in a malformed and severely mentally retarded girl aged nine years. Biochemical studies showed that the proband had half normal activities of both erythrocyte isocitrate dehydrogenase (IDH1) and ribulose 5-phosphate 3-epimerase (RPE). It is suggested that the gene for RPE is located on the segment 2q32. 1-q34. present, the child is cared for by her parents at home and is totally dependent on others.
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CYTOGENETIC STUDIES
Cytogenetic studies using high resolution GTG1 and RBA banding methods on peripheral blood lymphocytes from the proband showed an interstitial deletion of the long arm of chromosome 2 (figure). The breakpoints appeared to be at 2q32.1 and 2q34, and her karyotype was interpreted as 46,XX,del(2) (q32. 1q34). Both parents had normal chromosomes.
Case report
The proband was a nine year old Japanese girl, the second child born to a 26 year old mother. The father was 27 years old. The family history was unremarkable, except for the second pregnancy, which was terminated because of rubella infection. Pregnancy was complicated by vaginal bleeding at about three months. The child was born at term, birth weight 2030 g. She had feeding difficulties owing to a cleft palate and was fed via a nasogastric tube for the first three months.
Her growth and psychomotor development were considerably delayed. Physical examination at six years of age showed a malnourished and hypotonic girl with a height of 78 cm (-5-5 SD), weight of 6-0 kg (-7.4 SD), and head circumference of 41 cm (-7.9 SD). She neither sat nor spoke any meaningful words. Her face was odd looking and the following dysmorphic features were observed: a prominent forehead, sparse hair, small and downward slanting palpebral fissures, hypertelorism, long eyelashes, malformed auricles, prominent antihelix, anteverted nostrils, small mouth, high arched and cleft palate, irregular dentition, micrognathia, short neck, and arachnodactyly. Dermatoglyphic studies showed the axial triradius in the t' position bilaterally. Computerised tomography of the skull showed mild ventricular dilatation with some degree of cortical atrophy. Skeletal age was two years. At
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